Background-Right ventricular dysplasia is a heart muscle disease of unknown cause that is often familial and is anatomically characterised by adipose or fibroadipose infiltration of the right ventricular myocardium. It is generally regarded as a selective disorder of the right ventricle.
Right ventricular dysplasia, a disease that selectively affects the right ventricle,' is anatomically characterised by adipose or fibroadipose infiltration of the myocardium."2 These changes account for the electrical instability and the frequent ventricular arrhythmias3 that are a not an uncommon cause of sudden death. 4 In some cases of right ventricular dysplasia the left ventricle was also affected. '9 The frequency, characteristics, and severity of this involvement, however, are still unknown, as is the aetiology of the disease. 20 A familial occurrence has been reported by several groups""'226 and recently Nava et al suggested that the disease is a genetic condition with autosomal dominance and variable expression and penetrance. 27 We report findings in two families in which at least one member had clear postmortem evidence of right ventricular dysplasia. The study of these families showed (a) the familial nature of the disease; (b) the presence and characteristics of an important left ventricular involvement; and (c) the progression of the disease.
Case reports FAMILY A Case 1 (proband)-This patient started to experience palpitation at the age of 17 when a chest x ray showed an enlarged heart. When she was 36 she began to notice dyspnoea on exertion and 18 years later she had a left hemiparesis. In the same year she was admitted to our department in heart failure.
Third and fourth heart sounds and systolic murmurs caused by mitral and tricuspid regurgitation were present on At necropsy all the cardiac chambers were grossly enlarged (weight of the heart 720 g). specimens from the right ventric focal hypertrophy and attenuati( myocytes, considerable interstitial fi focal fatty replacement.
In the same year he was adm sustained ventricular tachycardia w bundle branch block configuration. ] Holter monitoring showed non-sust tricular tachycardias with a left bun block configuration. The arrhyth controlled by amiodarone and When he was 37 left and right he developed. This was successfully treated with digoxin, diuretics, and enalapril. During the follow up he remained symptomfree but an echocardiogram showed a progressive reduction of left ventricular function (fractional shortening decreased from 40% to 25%) and multiform ventricular extrasystoles were detected on ambulatory monitoring. He died suddenly at the age of 22.
c. wvAt necropsy the heart weighed 400 g and all A) showing the chambers were dilated. The coronary he arteries were normal. The left ventricular wall dlar was 10 mm thick, whereas the walls of the right ventricular outflow tract and of the posterior le showed wall were less than 1 mm thick and sometimes mn of the contained only few myocardial fibres surrounbrosis, and ded by fibrous tissue (fig 4) . Furthermore there was irregular scarring in the subendocardial itted with and in the subepicardial layers of the left rith a right ventricle.
In addition
Histological examination showed that the tained ven-right ventricular free wall was extensively infilLdle branch trated by fatty and fibrous tissue ( fig 4A) . The mias were myocardial fibres of both ventricles were blockers. attenuated and hypertrophied and the endocarart failure dium was slightly thickened. Areas of fatty infiltration and severe interstitial scarring were also present at the left ventricular apex and in the septum; there were more evident in its right side ( fig 4B and C We found that in some individuals with familial right ventricular dysplasia both the left and right ventricles were affected. Our clinical data were strongly supported by post-mortem examination performed in three cases from two families. We confirm the familial background of the disease,21-27 which can progress toward heart failure and in some cases may be confused with dilated cardiomyopathy.
